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aCGH confirmed positive control case #8 (STRC one copy gain case)

E
S

P
N

 
E

S
P

N
 

G
JB

3 
K

C
N

Q
4 

G
P

S
M

2 
G

P
S

M
2 

U
S

H
2A

 
U

S
H

2A
 

U
S

H
2A

 
U

S
H

2A
 

U
S

H
2A

 
U

S
H

2A
 

U
S

H
2A

 
U

S
H

2A
 

U
S

H
2A

 
U

S
H

2A
 

U
S

H
2A

 
O

TO
F 

O
TO

F 
O

TO
F 

O
TO

F 
O

TO
F 

O
TO

F 
D

FN
B

59
 

IL
D

R
1 

C
C

D
C

50
 

C
C

D
C

50
 

W
FS

1 
G

R
X

C
R

1 
M

A
R

V
E

LD
2 

D
IA

P
H

1 
D

IA
P

H
1 

D
IA

P
H

1 

S
E

R
P

IN
B

6 
C

O
L1

1A
2 

C
O

L1
1A

2 
C

O
L1

1A
2 

C
O

L1
1A

2 
C

O
L1

1A
2 

M
Y

O
6 

M
Y

O
6 

M
Y

O
6 

M
Y

O
6 

M
Y

O
6 

D
FN

A
5 

S
LC

26
A

5 
S

LC
26

A
4 

S
LC

26
A

4 
S

LC
26

A
4 

G
R

H
L2

 
G

R
H

L2
 

TM
C

1 
TM

C
1 

W
H

R
N

 
W

H
R

N
 

TP
R

N
 

M
Y

O
3A

 
M

Y
O

3A
 

M
Y

O
3A

 
M

Y
O

3A
 

P
C

D
H

15
 

P
C

D
H

15
 

P
C

D
H

15
 

P
C

D
H

15
 

P
C

D
H

15
 

P
C

D
H

15
 

C
D

H
23

 
C

D
H

23
 

C
D

H
23

 
C

D
H

23
 

C
D

H
23

 
C

D
H

23
 

C
D

H
23

 
C

D
H

23
 

U
S

H
1C

 
U

S
H

1C
 

U
S

H
1C

 
LR

TO
M

T 
M

Y
O

7A
 

M
Y

O
7A

 
M

Y
O

7A
 

M
Y

O
7A

 
M

Y
O

7A
 

M
Y

O
7A

 

TE
C

TA
 

TE
C

TA
 

TE
C

TA
 

M
Y

O
1A

 
M

Y
O

1A
 

M
Y

O
1A

 
M

S
R

B
3 

P
TP

R
Q

 
P

TP
R

Q
 

P
TP

R
Q

 
P

TP
R

Q
 

P
TP

R
Q

 
P

TP
R

Q
 

S
LC

17
A

8 
S

M
A

C
 

G
JB

6 
C

O
C

H
 

E
S

R
R

B
 

S
TR

C
 

S
TR

C
 

C
R

Y
M

 
O

TO
A 

O
TO

A 
M

Y
O

15
A 

M
Y

O
15

A 
M

Y
O

15
A 

M
Y

O
15

A 
M

Y
O

15
A 

M
Y

O
15

A 
M

Y
O

15
A 

M
Y

O
15

A 

LO
X

H
D

1 
LO

X
H

D
1 

LO
X

H
D

1 
LO

X
H

D
1 

LO
X

H
D

1 
G

IP
C

3 
C

E
A

C
A

M
16

 
M

Y
H

14
 

M
Y

H
14

 
M

Y
H

14
 

M
Y

H
14

 
C

LD
N

14
 

TM
P

R
S

S
3 

M
Y

H
9 

M
Y

H
9 

M
Y

H
9 

M
Y

H
9 

M
Y

H
9 

TR
IO

B
P 

TR
IO

B
P 

TR
IO

B
P 

TR
IO

B
P 

P
O

U
3F

4 
P

R
P

S
1     0

 1

2

3

4

5

N
or

m
al

iz
ed

 re
la

tiv
e 

re
ad

 d
ep

th
2*

(S
am

pl
e/

45
 s

am
pl

es
)

aCGH confirmed positive control case #7 (STRC one copy gain case)
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aCGH confirmed positive control case #6 (STRC one copy loss case)
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aCGH confirmed positive control case #5 (STRC one copy loss case)
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aCGH confirmed positive control case #4 (STRC one copy loss case)
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aCGH confirmed positive control case #3 (STRC two copy loss case)
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aCGH confirmed positive control case #2 (STRC two copy loss case)
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aCGH confirmed positive control case #1 (STRC two copy loss case)
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aCGH confirmed positive control case #10 (POU3F4 one copy loss case)
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aCGH confirmed positive control case #9 (EYA4 one copy loss case)
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aCGH confirmed positive control case #11 (OTOA one copy gain case)
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aCGH confirmed positive control case #12 (Trisomy 21 case)
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aCGH confirmed positive control case #13 (Trisomy 21 case)
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aCGH confirmed positive control case #14 (Trisomy 21 case)
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